Deletions of the long arm of the Y chromosome have previously been associated with azoospermia and short stature. We report the results of a detailed clinical and molecular study of nine males with partial deletions of Yq. Special emphasis was laid on congenital anomalies and dysmorphic features. Some of the patients have developmental problems or distinct facial features, namely a small chin and mouth, a high arched or cleft palate, downward slanting palpebral fissures, high nasal bridge, and dysmorphic ears. As far as we know, similar facial dysmorphism has not been previously described in association with del(Yq). These features are not, however, simply correlated to the size of the deletion. In none of these patients could evidence of aberrant Xq-Yq interchange be found. (JMed Genet 1995;32:711-715) 
Deletions of the long arm ofthe Y chromosome are rare. In a study of 34 910 unselected liveborn infants, no Yq deletions were found in any of the 17 872 boys. ' The incidence of Yq deletions, however, varies largely depending on the criteria used in a particular study. Thus, in another study, at least one in 1000 male infants was classified as del(Yq).2 Several case reports on patients with non-mosaic del(Yq) have been published.?24 Many of these reports are old and it is not always clear whether the patient had a deletion of only the fluorescent segment Yq 12 , which is considered a variant rather than an aberration, or a more proximal deletion involving Yqll. The clinical spectrum of the published patients ranges from a normal male phenotype through azoospermia or short stature to various congenital anomalies or mental retardation. These differences in phenotype apparently reflect different indications for the chromosomal study and thus biased ascertainment.
The association of deletions of the Y chromosome long arm with azoospermia was first suggested by Tiepolo and Zuffardi in 1976.24 Since that time, the azoospermia factor gene (AZF) has (table 2) . Four patients had inherited an allele similar to his father for one or two markers. Discussion Patients 1 and 2 had no symptoms apart from azoospermia. They had grown normally. Patient 2 had a small chin, but otherwise their facial features were normal. Patient 1 had the smallest deletion, but the deletion breakpoint in patient 2 fell in the same region as in patients 3 and 4. The physical breakpoints in these patients might differ, however, because the average spacing of STSs is assumed to be about 220 kb between ordered loci."
Patients 3 and 5 to 8 all had at least some developmental delay or school problems. Also, patient 4, in spite of going to normal school, appeared less intelligent than the other members of his family. However, patient 9 with the largest deletion had normal intelligence. It nevertheless remains possible that there are gene(s) in proximal Yq whose absence predisposes to deficient mental development. On the other hand, as mental retardation is one of the most common reasons for chromosomal investigation, and as it was the main reason for chromosomal study in two of the patients and apparently a secondary reason in two others, the frequent finding of mental retardation in this series may only reflect a bias of ascertainment.
The patients had very few major malformations when compared to other chromosomal syndromes. Congenital heart defect had been present in two patients and ambiguous genitalia in one. In addition, one had undescended testes and the pubertal or adult patients had relatively small testes.
Minor malformations were more common. The facial dysmorphism in patients 4, 5, 6, and 9 was mild but obvious. They all had a small chin, a small mouth, a high arched or cleft palate, downward slanting palpebral fissures, high nasal bridge, and dysmorphic ears. As far as we know, similar facial dysmorphism has not been previously described in association with del(Yq). Truncal 
